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Trisomy 18

Description

Trisomy 18, also called Edwards syndrome, is a chromosomal condition associated with
abnormalities in many parts of the body. Individuals with trisomy 18 often have slow
growth before birth (intrauterine growth retardation) and a low birth weight. Affected
individuals may have heart defects and abnormalities of other organs that develop
before birth. Other features of trisomy 18 include a small, abnormally shaped head; a
small jaw and mouth; and clenched fists with overlapping fingers. Due to the presence
of several life-threatening medical problems, many individuals with trisomy 18 die before
birth or within their first month. Five to 10 percent of children with this condition live past
their first year, and these children often have severe intellectual disability.

Frequency

Trisomy 18 occurs in about 1 in 5,000 live-born infants; it is more common in pregnancy,
but many affected fetuses do not survive to term. Although women of all ages can have
a child with trisomy 18, the chance of having a child with this condition increases as a
woman gets older.

Causes

Most cases of trisomy 18 result from having three copies of chromosome 18 in each cell
in the body instead of the usual two copies. The extra genetic material disrupts the
normal course of development, causing the characteristic features of trisomy 18.

Approximately 5 percent of people with trisomy 18 have an extra copy of chromosome
18 in only some of the body's cells. In these people, the condition is called mosaic
trisomy 18. The severity of mosaic trisomy 18 depends on the type and number of cells
that have the extra chromosome. The development of individuals with this form of
trisomy 18 may range from normal to severely affected.

Very rarely, part of the long (q) arm of chromosome 18 becomes attached (translocated)
to another chromosome during the formation of reproductive cells (eggs and sperm) or
very early in embryonic development. Affected individuals have two copies of
chromosome 18, plus the extra material from chromosome 18 attached to another
chromosome. People with this genetic change are said to have partial trisomy 18. If only
part of the g arm is present in three copies, the physical signs of partial trisomy 18 may
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be less severe than those typically seen in trisomy 18. If the entire g arm is present in
three copies, individuals may be as severely affected as if they had three full copies of
chromosome 18.

Learn more about the chromosome associated with Trisomy 18

¢ chromosome 18

Inheritance

Most cases of trisomy 18 are not inherited, but occur as random events during the
formation of eggs and sperm. An error in cell division called nondisjunction results in a
reproductive cell with an abnormal number of chromosomes. For example, an egg or
sperm cell may gain an extra copy of chromosome 18. If one of these atypical
reproductive cells contributes to the genetic makeup of a child, the child will have an
extra chromosome 18 in each of the body's cells.

Mosaic trisomy 18 is also not inherited. It occurs as a random event during cell division
early in embryonic development. As a result, some of the body's cells have the usual
two copies of chromosome 18, and other cells have three copies of this chromosome.

Partial trisomy 18 can be inherited. An unaffected person can carry a rearrangement of
genetic material between chromosome 18 and another chromosome. This
rearrangement is called a balanced translocation because there is no extra material
from chromosome 18. Although they do not have signs of trisomy 18, people who carry
this type of balanced translocation are at an increased risk of having children with the
condition.

Other Names for This Condition

e Complete trisomy 18 syndrome
e Edwards syndrome

e Trisomy 18 syndrome

e Trisomy E syndrome

Additional Information & Resources

Genetic Testing Information

» Genetic Testing Registry: Complete trisomy 18 (https://www.ncbi.nlm.nih.gov/gtr/co
nditions/C0152096/)

Genetic and Rare Diseases Information Center

* Trisomy 18 (https://rarediseases.info.nih.gov/diseases/6321/trisomy-18)
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Patient Support and Advocacy Resources

» Disease InfoSearch (https://www.diseaseinfosearch.org/)
» National Organization for Rare Disorders (NORD) (https://rarediseases.org/)

Clinical Trials

» ClinicalTrials.gov (https://clinicaltrials.gov/search?cond=%22Trisomy 18%22)

Scientific Articles on PubMed

* PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28%28trisomy+18%5BTIAB%5
D%29+0OR+%28Edwards+syndrome%5BTIAB%5D%29%29+AND+english%5Bla%
5D+AND+human%5Bmh%5D+AND+%22last+360+days%22%5Bdp%5D)
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